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How to explain heteroplasmy in these 3 Leber's hereditary optic neuropathy patients? Did visual impairment recover in these 3 patients?
Due to marked phenotypic heterogeneity of heteroplasmic mtDNA mutations and high intrafamilial heterogeneity, 5 family members of both index cases should be extensively investigated for subclinical involvement of organs frequently affected in mitochondrial disorders, such as the brain, endocrine, organs, muscle, nerve, heart, intestines, or the kidney. Heteroplasmy rate in the mothers may go undetected if very low.
Overall, this interesting case study could be more meaningful by providing more clinical data, by providing explanations for some unusual findings, and by a more extensive investigation of first-degree family members.
